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NHGRI defines genomic medicine as “an emerging 
medical discipline that involves using genomic 
information about an individual as part of their 
clinical care and the health outcomes and policy 
implications of that clinical use.” 



GM VI: Global Leaders, Jan 2014 

Genomic Medicine Colloquium, June 2011 GM II: Forming Collaborations, Dec 2011 

GM III: Stakeholders, May 2012 

GM IV: Physician Education, Jan 2013 GM V: Federal Strategies, May 2013 

GM VIII: NHGRI’s Genomic Medicine 

Programs, June 2015 

GM VII: Genomic CDS, Oct 2014 GM IX: Bedside Back to Bench, 

April  2016 



NHGRI’s Genomic Medicine Research Program 

Program Goal Σ$M  Years 

UDN1 
Diagnose rare and new diseases by expanding 

NIH’s Undiagnosed Diseases Program 
121 FY13-17 

NSIGHT2 
Explore possible uses of genomic sequence 

information in the newborn period 
25 FY13-17 

CSER3 
Explore infrastructure, methods, and issues for 

integrating genomic sequence into clinical care 
83 FY12-16 

eMERGE4 

Use biorepositories with EMRs for genomics; (III) 

assess penetrance of 106 clinically relevant genes 

in 25,000 individuals, develop e-phenotypes, CDS 

135 FY07-18 

IGNITE3 
Develop and disseminate methods for incorporating 

patients’ genomic findings into their clinical care  
32 FY13-16 

ClinGen4 
Develop and disseminate consensus information on 

genes and variants relevant to clinical care 
28 FY13-16 

1NIH Common Fund; 2Co-Funded by NICHD; 3Co-Funded by NCI; 4Co-Funded by OD. 



Spectrum of Genomic Medicine 
Implementation: Intensity vs. Breadth 
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: Training 

 

 

8 sites with Training Opportunities 

• Fellowship programs 

• Student trainees 

• Volunteers 

 

 Train: clinical fellows, residents, undergraduates, masters 
students, postdoctoral fellows, and faculty 

Included in: case conferences, case review, clinical 
consults, and sequence analysis 

 

 



In progress, July 2016. 

Courtesy K East, S Plon, D Messersmith, CSER Practitioner Education WG.  

Practitioner Education Working Group 



CSER Genetic Counseling Working Group  

Genetic Counseling Working Group 

Amendola et al. Per. Med. (2015) 12(3):283-‐95. 



eMERGE 



• Online resource for clinicians, researchers, 

educators, and patients 

• Community can submit resources online 

• For clinicians:  

– Clinical decision support alerts 

– Clinical examples supporting implementation 

– Professional development resources 

– Clinical teaching tools 

– Decision tables 

 

 

 

IGNITE SPARK Toolbox 

Clinical 

Priority 
Metabolism Status Phenotype 

TPMT 

Diplotype 

https://ignite-genomics.org/spark-toolbox/clinicians/ 



Education, Engagement, and   
Counseling Working Group 

Fostering clinician engagement with the 

ClinGen Resource 



Many Thanks… 

Ebony Bookman 

Joy Boyer 

Lisa Brooks 

Erin Currey 

Cecilia Dupecher 

C. Fletcher-Hoppe 

Eric Green 

Jyoti Gupta 

Lucia Hindorff 

Carolyn Hutter 

Jean Jenkins 

Dave Kaufmann 

 

 

 

Carol Bult 

Rex Chisholm  

Geoff Ginsburg  

Howard Jacob 

Howard McLeod   

Mary Relling 

Dan Roden 

Marc Williams 

 

Heather Junkins 

Melpi Kasapi 

Rongling Li 

Nicole Lockhart 

Jean McEwen 

Donna Messersmith 

Erin Ramos 

Laura Rodriguez 

Simona Volpi 

Robert Wildin 

Ken Wiley 

Anastasia Wise 

 

 

 

 

GenomMed Programs Investigators and Participants! 




